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Cystic fibrosis and deafness J C Llerena Jr, W Degrave, A de Miranda, P Suffys 
Approaches to prenatal cystic fibrosis carrier screening D Brock 

Reply Z Miedzybrodzka, N Haites, J Dean 

Severe cystic fibrosis in a child homozygous for the G542 nonsense mutation in the CFTR 
gene 7 Bienvenu, C Beldjord, N Fonknechten, J C Kaplan, G Lenoir 
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Review article 
Forensic medicine and the polymerase chain reaction technique  Decorte, J-/ Cassiman 


Annotation 
Association versus linkage studies in psychosis genetics MM Nothen, P Propping, R Fimmers 


Comment 
Association and linkage: complementary strategies for complex disorders M / Owen, 
P McGuffin 


Original articles 

Genetic transmission of Alzheimer’s disease among families in a Dutch population based 
study CM van Duijn, L A Farrer, L A Cupples, A Hofman 

Origins of the fragile X syndrome mutation M C Hirst, S J L Knight, Z Christodoulou, 

P K Grewal, J P Fryns, K E Davies 

Is skewed X inactivation responsible for symptoms in female carriers for 
adrenoleucodystrophy? £ Watkiss, T Webb, S Bundey 

A new de novo mutation (A113T) in HMG box of the SRY gene leads to XY gonadal 
dysgenesis Y-7 Zeng, Z-R Ren, M-l Zhang, Y Huang, F-Y Zeng, S-Z Huang 

Sequence variations in the first exon of o-galactosidase A J P Davies, B G Winchester, 

S Malcolm 

Classification of microphthalmos and coloboma M Warburg 

Impact of genetic counselling after neonatal screening for Duchenne muscular dystrophy 

E Hildes, H K Jacobs, A Cameron, S S Seshia, F Booth, J A Evans, K Wrogemann, 

C R Greenberg 

Evaluation of molecular genetic diagnosis in the management of familial adenomatous 
polyposis coli: a population based study F R Maher, D E Barton, R Slatter, D J Koch, 

M H Jones, H Nagase, S / Payne, S J Charles, A T Moore, Y Nakamura, M A Ferguson-Smith 
Cockayne’s syndrome: correlation of clinical features with cellular sensitivity of RNA synthesis 
to UV irradiation A R Lehmann, A F Thompson, S A Harcourt, M Stefanini, P G Norris 


Brief papers 

Campomelic dysplasia: evidence of autosomal dominant inheritance $A Lynch, M L Gaunt, 
A M B Minford 

A three generation family with fibrodysplasia ossificans progressiva JM Connor, H Skirton, 
P W Lunt 

The substitution of glycine 661 by arginine in type III collagen produces mutant molecules with 
different thermal stabilities and causes Ehlers-Danlos syndrome type |V_ A Richards, P Narcisi, 
J Lloyd, C Ferguson, F M Pope 

A new form of familial ataxia, deafness, and mental retardation W Reardon, J Wilson, 

N Cavanagh, M Baraitser 

A new stable human dicentric chromosome, tdic(4;21)(p16;q22), in a woman with first trimester 
abortion F Wang, Y Li 
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translocation D Valerio, F Lavorgna, M Scalona, A Conte 

Split hand/split foot deformity and LADD syndrome in a family: overlap between the EEC and 
LADD syndromes D Lacombe, F Serville, D Marchand, J Battin 

Dominant carpotarsal osteochondromatosis P Maroteaux, M le Merrer, H Bensahel, 

P Freisinger 
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M M Nothen, S Cichon, P Propping, R Fimmers, S G Schwab, D B Wildenaver 
Association between schizophrenia and homozygosity at the dopamine D3 receptor gene 
R Morell 

Reply MJ Owen, J Williams, R Mant, P Asherson, P McGuffin, M-A Crocq, T Wienker 
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ZH Miedzybrodzka, J C S Dean 
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No 9 September 1993 Review article 
Mendelian cytogenetics. Chromosome rearrangements associated with mendelian disorders 
N Tommerup 
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Integrated study of 100 patients with Xp21 linked muscular dystrophy using clinical, genetic, 
immunochemical, and histopathological data. Part 1. Trends across the clinical groups 

L VB Nicholson, M A Johnson, K M D Bushby, D Gardner-Medwin, A Curtis, H B Ginjaar, 
J T den Dunnen, J L Welch, T J Butler, E Bakker, G-/ B van Ommen, J B Harris 

Integrated study of 100 patients with Xp21 linked muscular dystrophy using clinical, genetic, 
immunochemical, and histopathological data. Part 2. Correlations within individual patients 
L VB Nicholson, M A Johnson, K M D Bushby, D Gardner-Medwin, A Curtis, H B Ginjaar, 
J T den Dunnen, J L Welch, T J Butler, E Bakker, G-J B van Ommen, J B Harris 

Integrated study of 100 patients with Xp21 linked muscular dystrophy using clinical, genetic, 
immunochemical, and histopathological data. Part 3. Differential diagnosis and prognosis 

L VB Nicholson, M A Johnson, K M D Bushby, D Gardner-Medwin, A Curtis, H B Ginjaar, 
J T den Dunnen, J L Welch, T J Butler, E Bakker, G-/ B van Ommen, J B Harris 

Epidermal mosaicism and Blaschko’s lines C Moss, S$ Larkins, M Stacey, A Blight, 

PA Farndon, E V Davison 

Uniparental disomy explains the occurrence of the Angelman or Prader-Willi syndrome in 
patients with an additional small inv dup(15) chromosome W P Robinson, J Wagstaff, 

F Bernasconi, C Baccichetti, L Artifoni, E Franzoni, lL Suslak, L-Y Shih, H Aviv, A A Schinzel 
Clinical and molecular studies in fragile X patients with a Prader-Willi-like phenotype 

L BA de Vries, J-P Fryns, M G Butler, F Canziani, E Wesby-van Swaay, J O van Hemel, 
BA Oostra, D J J Halley, M F Niermeijer 

Mutational screening of the Wilms’s tumour gene, WT1, in males with genital abnormalities 
P A Clarkson, H R Davies, D M Williams, R Chaudhary, | A Hughes, M N Patterson 
Exclusion of candidate genes from a role in cleft lip with or without cleft palate: linkage and 
association studies GM Vintiner, K K Lo, S E Holder, RM Winter, S Malcolm 
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at amniocentesis D Jenkins, K Martin, | D Young 

Prenatal diagnosis of a hypermethylated full fragile X mutation in chorionic villi of a male 

fetus K Suzumori, M Yamauchi, N Seki, | Kondo, T-A Hori 

Congenital heart malformation in Yunis-Varon syndrome 1 C Ades, L L Morris, M Richardson, 
C Pearson, FE A Haan 

Two sibs with cleft palate, ankyloblepharon, alveolar synechiae, and ectodermal defects: a new 
recessive syndrome? A Seres-Santamaria, J L Arimany, F Muniz 


Abstracts 
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Male infertility as the only presenting sign of cystic fibrosis when homozygous for the mild 
mutation RI117H 7 Bienvenu, C Beldjord, M Adjiman, J C Kaplan 
Limb/pelvis/uterus-hypoplasia/aplasia syndrome A S Teebi 

Molecular characterisation of & thalassaemia heterozygotes in Brazil C S B Martins, 

A S Ramalho, M F Sonati, M S Gongalves, F F Costa 

Autozygosity mapping, complex consanguinity, and autosomal recessive disorders 

R F Mueller, D T Bishop 
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No 10 October 1993 


Editorial 
CATCH 22 JG Hall 


Review article 
DiGeorge syndrome: an historical review of clinical and cytogenetic features F Greenberg 


Original articles 

Microdeletions of chromosomal region 22qll in patients with congenital conotruncal cardiac 
defects £ Goldmuntz, D Driscoll, M L Budarf, E H Zackai, D M McDonald-McGinn, 

JA Biegel, B S Emanuel 

Prevalence of 22qll microdeletions in DiGeorge and velocardiofacial syndromes: implications 
for genetic counselling and prenatal diagnosis DA Driscoll, J Salvin, B Sellinger, M L Budarf, 
D M McDonald-McGinn, E H Zackai, B S$ Emanuel 

Isolation of a new marker and conserved sequences close to the DiGeorge syndrome marker 
HP500 (D22S134) R Wadey, S Daw, A Wickremasinghe, C Roberts, D Wilson, / Goodship, 
J Burn, S Halford, P J Scambler 

Conotruncal anomaly face syndrome is associated with a deletion within chromosome 22q]l 

J Burn, A Takao, D Wilson, | Cross, K Momma, R Wadey, P Scambler, J Goodship 
Velocardiofacial syndrome in a mother and daughter: variability of the clinical phenotype 

S E Holder, R M Winter, S Kamath, P J Scambler 

High resolution mapping of interstitial long arm deletions of chromosome 16: relationship to 
phenotype DF Callen, H Eyre, S Lane, Y Shen, | Hansmann, N Spinner, E Zackai, 

D McDonald-McGinn, S Schuffenhaver, J Wauters, M-N Van Thienen, B Van Roy, 

G R Sutherland, E A Haan 

CFTR transcripts are undetectable in lymphocytes and respiratory epithelial cells of a CF patient 
homozygous for the nonsense mutation R553X_ K Will, J Reiss, M Dean, M Schlosser, 

R Slomski, J Schmidtke, M Stuhrmann 

Analysis of a terminal Xp22.3 deletion in a patient with six monogenic disorders: implications 
for the mapping of X linked ocular albinism A Meindl, D Hosenfeld, W Bruck, 

S Schuffenhaver, J Jenderny, A Bacskulin, H-C Oppermann, O Swensson, P Bouloux, T Meitinger 
Genetic heterogeneity of Usher syndrome type || 5S Pieke Dahl, WJ Kimberling, M B Gorin, 
M D Weston, J M R Furman, A Pikus, C Moller 

Upper and lower neural tube defects: an alternate hypothesis B H Garabedian, F C Fraser 
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DiGeorge syndrome: part of CATCH 22 D/ Wilson, J Burn, P Scambler, J Goodship 
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Disease gene mapping in isolated human populations: the example of Finland 
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M Zollino, G Neri 

Orofaciodigital syndrome type Ill in two sibs RA Smith, D Gardner-Medwin 

Sex linked valvular dysplasia RA Newbury-Ecob, J M Zuccollo, N Rutter, | D Young 
Airway abnormalities in Jarcho-Levin syndrome: a report of two cases M Schulman, 

M T Gonzalez, M R Bye 

Long survival of a patient with Marshall-Smith syndrome without respiratory complications 
D Sperli, D Concolino, C Barbato, P Strisciuglio, G Andria 

Prenatal diagnosis of a giant intracranial teratoma associated with pulmonary hypoplasia 
lL K Weyerts, V Catanzarite, M C Jones, A Mendoza 


Short report 
Severe developmental delay and multiple strawberry naevi: a new syndrome? CJ Upton, 
| D Young 


Abstracts 
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Counselling pitfalls in Romano-Ward syndrome JC S Dean, S Cross, K Jennings 
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No 11 November 1993 Review article 
The glucocerebrosidase locus in Gaucher's disease: molecular analysis of a lysosomal 
enzyme PK Mistry, TM Cox 


Original articles 

Molecular mechanisms in Angelman syndrome: a survey of 93 patients C-7 / Chan, 

J Clayton-Smith, X-J Cheng, J Buxton, T Webb, M E Pembrey, S Malcolm 

Development and validation of laboratory procedures for preimplantation diagnosis of 
Duchenne muscular dystrophy C Holding, D Bentley, R Roberts, M Bobrow, C Mathew 
Estimating locus heterogeneity in autosomal dominant polycystic kidney disease (ADPKD) in 
the Spanish population 8B Peral, J L San Millan, C Hernandez, A Valero, G M Lathrop, 

J S Beckmann, F Moreno 

Evidence for genetic homogeneity in autosomal recessive generalised myotonia (Becker) 

M C Koch, K Ricker, M Otto, F Wolf, B Zoll, C Lorenz, K Steinmeyer, T J Jentsch 
Chromosomal localisation of a gene(s) for Turner stigmata on Yp 7 Ogata, C Tyler-Smith, 
S Purvis-Smith, G Turner 

Genetic mapping of the Kallmann syndrome and X linked ocular albinism gene loci Y Zhang, 
R McMahon, S J Charles, J § Green, A T Moore, D E Barton, J R W Yates 

Types, stability, and phenotypic consequences of chromosome rearrangements leading to 
interstitial telomeric sequences F Rossi, G Floridia, M Casali, C Danesino, G Chiumello, 

F Bernardi, | Magnani, L Papi, M Mura, O Zuffardi 

Diagnostic criteria and genetics of the PEHO syndrome M Somer 

Lethal short rib-polydactyly syndromes: further evidence for their overlapping in a continuous 
spectrum M-L Martinez-Frias, E Bermejo, M Urioste, H Huertas, | Arroyo , 

Neural tube defects: a survey of lesion descriptions made by different European 

pathologists H Dolk, M J Seller 

Evidence of genetic and phenotypic heterogeneity in the Romano-Ward syndrome 

J C S$ Dean, S Cross, K Jennings 

Non-isotopic analysis of single strand conformation polymorphism (SSCP) in the exon 13 region 
of the human dystrophin gene U Lenk, R Hanke, U Kraft, K Grade, | Grunewald, A Speer 
Dystrophin analysis in idiopathic dilated cardiomyopathy V V Michels, G M Pastores, 

PP Moll, D J Driscoll, F A Miller, J C Burnett, R J Rodeheffer, J A Tajik, A H Beggs, 

L M Kunkel, S N Thibodeau 


Brief papers 


Sex dependent transmission of Beckwith-Wiedemann syndrome associated with a reciprocal 
translocation (9;11)(p11.2;p15.5) N Tommerup, C A Brandt, S Pedersen, L Bolund, J Kamper 
Epidermal naevi and bullous aplasia cutis congenita ina neonate J S Fryburg, K E Greer 
Transmission of a ring chromosome 18 from a mother with 46,XX/47,XX, + r(18) mosaicism to 
her daughter, resulting in a 46,XX,r(18) karyotype J Jenderny, A Caliebe, C Beyer, W Grote 
46,XX/69,XXX diploid-triploid mixoploidy with hypothyroidism and precocious puberty 

| E Jarvela, M K Salo, P Santawori, R K Salonen 


Short reports 

X linked recessive thrombocytopenia HH M Knox-Macaulay, L Bashawri, K E Davies 
Pseudotrisomy 13 and autosomal recessive holoprosencephaly M J Seller, L S Chitty, 
H Dunbar 


Abstracts 
Medical genetics: advances in brief 


Letters to the Editor 

Skeletal malformations and polycystic kidney disease R M Winter 

A report on CF carrier frequency among men with infertility owing to congenital absence of 
the vas deferens C Williams, E S Mayall, R Williamson, A Hirsh, H Cookson 
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No 12 December 1993 Editorial 
A specific mutation for Huntington's disease P S Harper 


Review article 
Dynamic mutations on the move G R Sutherland, R | Richards 


Original articles 

Gametic but not somatic instability of CAG repeat length in Huntington’s disease 

M E MacDonald, G Barnes, J Srinidhi, M P Duyao, C M Ambrose, R H Myers, J Gray, 

PM Conneally, A Young, J Penney, | Shoulson, Z Hollingsworth, W Koroshetz, E Bird, 

J P Vonsattel, E Bonilla, C Moscowitz, G Penchaszadeh, | Brzustowicz, J Alvir, J Bickham 
Conde, J-H Cha, L Dure, F Gomez, M Ramos-Arroyo, J Sanchez-Ramos, S$ R Snodgrass, 

M de Young, N S$ Wexler, H MacFarlane, M A Anderson, B Jenkins, J F Gusella 

Familial predisposition to recurrent mutations causing Huntington's disease: genetic risk to sibs 
of sporadic cases Y P Goldberg, S FE Andrew, J Theilmann, B Kremer, F Squitieri, H Telenius, 
J D Brown, M R Hayden 

Molecular analysis of late onset Huntington’s disease 8B Kremer, F Squitieri, H Telenius, 

S E Andrew, J Theilmann, N Spence, Y P Goldberg, M R Hayden 

Dynamic mutation in Dutch Huntington's disease patients: increased paternal repeat instability 
extending to within the normal size range K E De Rooij, PA M De Koning Gans, 

M | Skraastad, R D M Belfroid, M Vegter-Van Der Vlis, R A C Roos, E Bakker, 

G-J B Van Ommen, J T Den Dunnen, M Losekoot 

A study of the Huntington's disease associated trinucleotide repeat in the Scottish 

population 1H Barron, J P Warner, M Porteous, S Holloway, S Simpson, R Davidson, 

D J H Brock 

Mutation size and age at onset in Huntington's disease D Craufurd, A Dodge 

Identification of an expanded CAG repeat in the Huntington's disease gene (IT15) in a family 
reported to have benign hereditary chorea J C MacMillan, P J Morrison, N C Nevin, 

D J Shaw, P S Harper, O W J Quarrell, R G Snell 

Huntington's disease in Grampian region: correlation of the CAG repeat number and the age 
of onset of the disease $A Simpson, M J Davidson, L H Barron 

Significant linkage disequilibrium between the Huntington's disease locus and markers at loci 
D4S10, D4S95, and D4S111 in Northern Ireland PJ Morrison, C A Graham, N C Nevin 
Presymptomatic testing for Huntington’s disease: a world wide survey The World Federation 
of Neurology Research Group on Huntington's Disease 


Attitudes of neurologists, psychiatrists, and psychotherapists towards predictive testing for 
Huntington’s disease in Germany U Thies, B Bockel, V Bochdalofsky 

Ethical and social issues in presymptomatic testing for Huntington's disease: a European 
Community collaborative study Furopean Community Huntington's Disease Collaborative 
Study Group 


Clinical practice in medical genetics 
Predictive testing for Huntington’s disease: after the gene SA Simpson, A E Harding, on 
behalf of the United Kingdom Huntington's Disease Prediction Consortium 


Conference report 
15th International World Federation of Neurology Workshop on Huntington's Disease, 
31 August-3 September 1993, Boston, Massachusetts, USA J C MacMillan, N P Quinn 


Letters to the Editor 

George Huntington: the man behind the eponym & M F Van der Weiden 

DNA storage and duplicate sampling: lessons learnt from testing for Huntington's disease 
P J Morrison, C A Graham, N C Nevin 


Book review 
Editor’s note 
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Genetic mapping of a cone and rod dysfunction (Aland Island eye disease) to the proximal 
short arm of the human X chromosome /A Glass, P Good, M P Coleman, P Fullwood, 

M G Giles, S Lindsay, A H Nemeth, K E Davies, H A Willshaw, A Fielder, M Kilpatrick, 
PA Farndon 

Prenatal diagnosis from maternal blood: simultaneous immunophenotyping and FISH of fetal 
nucleated erythrocytes isolated by negative magnetic cell sorting Y-L Zheng, N P Carter, 
C M Price, S M Colman, P J Milton, G A Hackett, M F Greaves, M A Ferguson-Smith 
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